Chromosome analysis was performed on both parents and the proband was found to be the carrier of a balanced reciprocal translocation, 46,XX, t(5;17) (pI53;q23*1) which she had inherited from her mother (fig 1) . The present fetus aborted spontaneously at 12 weeks' gestation. Macroscopic examination revealed abnormally short limbs and a cleft palate and the phenotypic sex was male (fig 2) .
SUMMARY A fetus, which was spontaneously aborted at 12 weeks' gestation, was found to have a generalised bone dysplasia and an unbalanced karyotype with trisomy for 17q23-1->qter due to a maternal translocation: 46,XX,t(5;17)(pl5-3;q23-1)mat.
We present the clinical details of a fetus, spontaneously aborted at 12 weeks' gestation, which had an unbalanced translocation between chromosomes 5 and 17 and a generalised bone dysplasia.
Case report
The fetus was the product of the third pregnancy of a non-consanguineous Scottish couple. The ribs, but without pathological evidence of characteristic visceral abnormalities or bone histology this diagnosis cannot be confidently suggested.
The association of trisomy 17q and an apparently unique bone dysplasia may be coincidental or the dysplasia may be due to the unbalanced translocation. The assignation of the locus for the pro 503 Case reports al(I) collagen gene (COLIAJ) has been confirmed at 17q21-31, which is close to the breakpoint (17q23) in our case. Different mutations in this gene have been reported in cases of lethal and non-lethal osteogenesis imperfecta,5 6 and although the polydactyly and cleft palate in our case make this * diagnosis unlikely, the unbalanced chromosome constitution may be making the phenotype atypical. We cannot exclude the possibility that a recessive gene has been 'unmasked' on the segment of chromosome 5p for which the fetus is monosomic; however, no candidate genes have been mapped to this region and a generalised bone dysplasia has never, to our knowledge, been reported with the 5p-syndrome.
Many different skeletal dysplasias have been diagnosed in the second and third trimesters of pregnancy by detailed ultrasound examination and measurement of fetal limb lengths.7 As this case showed visible evidence of distured limb growth at the end of the first trimester, it can be anticipated that as expertise and equipment improves very early diagnosis of some dysplasias may be possible and more knowledge will be gained about the classification and natural history of these disorders. 
